Familial Mediterranean fever (FMF) is characterized by recurrent polyserositis attacks. [1] Its significiant clinical complication is secondary amyloidosis, and the M694V gene mutation, which is related to amyloidosis, is frequently seen. However, in Turkey, the heterozygote E148Q gene mutation is more common. [2] Herein, we report a case involving the coexistence of beta thalassemia minor, renal amyloidosis and FMF with the E148Q heterozygous mutation in a 46-yearold male patient with sickle cell anemia (SCA) whose abdominal pains had been attributed to sickling crisis for almost 25 years.
This patient was admitted to our emergency department with complaints of general pain. His symptoms included joint and abdominal pain which occurred once or twice a month and lasted for twothree days. The patient had been hospitalized and treated many times at various centers due to his chronic, recurrent abdominal pain. Both superficial and deep palpations of the abdomen revealed widespread sensibility and defense, and generalized type edema was present as well. Laboratory tests revealed the following: hemoglobin (Hb) 6 g/dl, creatinine 1.9 mg/dl, serum albumin 1.6 gr/dl, HbS 79.9%, HbF 4.9%, HbA 8.5%, and HbA2 6.7%. In addition, the patient's plasma fibrinogen level was 481 mg/dl (reference value: 170-400 mg/dl), the serum amyloid level was 27.78 mg/l (reference value: 0-6.4 mg/l), the erythrocyte sedimentation rate (ESR) was 92 mm/h, and the C-reactive protein (CRP) level was 128 mg/L. A 24-hour urine sample showed 7 gr/day proteinuria, and there was no sediment activity in the spot urine sampling. Because of the presence of renal failure and nephrotic syndrome, the patient was hospitalized and underwent a renal biopsy, which detected secondary amyloidosis. Furthermore, FMF with the heterozygous E148Q gene mutation was also found in our patient. In fact, the patient fulfilled three major and eight minor Tel Hashomer criteria for FMF.
To the best of our knowledge, this is the first case report that involves the coexistence of SCA and beta thalassemia minor accompanied by amyloidosis secondary to FMF with the heterozygote E148Q mutation. Abdominal pain in patients with SCA can resemble acute abdomen. Pain crises in patients with SCA may present with severe abdominal sensitivity and/or rigidity, which makes it difficult to distinguish it from acute abdomen. Unfortunately, this sometimes leads to a misdiagnosis and large numbers of patients who undergo unnecessary surgery. [3] Familial Mediterranean fever is one of the leading causes of secondary amyloidosis in Turkey. However, renal amyloidosis in patients with SCA is very rare in Turkey and has been reported primarily in case studies. In fact, only four cases of renal amyloidosis in patients with SCA have been documented in the literature. [4] [5] [6] The E148Q gene mutation is commonly associated with Mediterranean Fever (MEFV) in Turkey, [2] and in more than half of the cases, it is homozygous. The most prominent clinical aspects of patients with the E148Q gene mutation are abdominal pain and fever. [2] In contrast, our case had the heterozygous E148Q gene mutation with these same symptoms.
In conclusion, when physicians encounter patients with sickling crisis, they should consider a concurrent diagnosis of FMF, Particularly for patients living on the Mediterranean coast, recurrent abdominal pain and fever should be assessed since these symptoms are frequently associated with FMF in this region. In so doing, it may help prevent future cases with the complication of amyloid nephropathy in patients with FMF.
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